4q. There have been several reports of isolated terminal deletions of the long arm of chromosome 4, the majority of which have involved deletion of the distal two-thirds of the long arm from band 4q31.>'8
Two reports have described cases of deletion from 4q32,19 20 while a further six cases in five reports13 [21] [22] [23] [24] . There was valgus deformity of both big toes and the second, third, and fourth toes were longer than average, the fourth being folded beneath the second and third. There were single creases on both palms.
The physical features at this stage were noted to be compatible with the other reported cases of 4q33-*qter deletion and also compatible with the Williams syndrome. The only features in the proband somewhat out of keeping with the latter diagnosis were the absence of an obvious medial eyebrow flare and lips which were not particularly full.
At 11 months, feeding and weight gain had improved but developmental delay was still apparent with inability to sit or stand unaided and absence of meaningful words. She was beginning to roll from her back to her front, bring her hands together in the midline, and could clap. group.bmj.com on April 2, 2017 -Published by http://jmg.bmj.com/ Downloaded from status remained unchanged and she was asymptomatic. Additional features in keeping with the label of Williams syndrome were delayed eruption of deciduous dentition and a cheerful outgoing nature.
Discussion
The table contains a summary of the physical features of the other six reported cases of 4q deletion distal to band q33. Half had heart defects, though in only one of these was the defect specified. The case described by Tompkins et a122 had "aortic stenosis, pulmonary stenosis, and right bundle branch block". None of the reported cases of 4q-manifested the classic features of Williams syndrome, including infantile hypercalcaemia, but on the other hand none of the published photographs is entirely out of keeping with the diagnosis. It is suggested in the review in this issue2 that the classic Williams syndrome with either supravalvular aortic stenosis or peripheral pulmonary artery stenosis may be related to the autosomal dominant form of these cardiac disorders with the more extensive malformation syndrome resulting from a small deletion rather than a single gene defect. If this were the case, the present report would suggest that the terminal portion of chromosome 4 is a likely location. The report of a child with Williams syndrome featuring a de novo 12;15 translocationt suggests that these may be alternative locations.
Another, perhaps more plausible, explanation is that the Williams phenotype is not homogeneous. If When large families with supravalvular aortic stenosis are investigated using DNA linkage techniques to localise the gene, probes from the chromosome 4 library localised to the distal long arm should be regarded as candidates for linkage analysis.
We are grateful to Dr Edward Carr-Saunders for permission to publish this case. The manuscript was prepared by Mrs L M Burn. SUMMARY We describe a female infant who presented with hypotonia and developmental delay. Her karyotype showed a de novo balanced translocation between the X chromosome and chromosome 13, with breakpoints at Xql3 and 13pl1. The normal X was late replicating in all cells examined. The cause of this patient's abnormal phenotype is discussed.
Case report
The proband, a female, was born at term by normal delivery (birth weight 2.9 kg) to a 37 year old mother and 31 year old father. The parents were nonconsanguineous, of normal intelligence, and had a normal son.
Neonatal examination revealed ligamentous laxity and marked hypotonia. She had hypertelorism, bilateral epicanthic folds, and a retrousse nose.
At 10 months of age, she was sitting with support (from 7 months) and reaching out for objects with an immature grasp. Her head control was poor and she had persistent hypotonia She had smiled at 3 months and rolled over at 7 months. Investigations showed a normal CK level (163 IU/ml), a normal 
